Urofacial syndrome, known as Ochoa syndrome, is a very rare autosomal recessive disorder described as a clinical setting in which there is an association of a lower urinary tract and bowel dysfunction with a typical facial expression: the patient seems to be grimacing or crying when attempting to smile. If the diagnosis and treatment are delayed, the patients might have a poor outcome with continuous upper urinary tract deterioration, which makes the early diagnosis of this condition of vital importance. We report a case of two females identical twins, who are, nowadays, 19 years old, which had the Ochoa Syndrome diagnosis made when they were 10 years old, but discontinued medical follow up during treatment. They have developed chronic renal failure with hemodialysis need and are in a waiting list for kidney transplantation. In this rare disorder, even more unusual in twins and with high risks on progressing with renal failure, a simple attempt to smile may save lives if the condition is known by doctors such as pediatricians and pediatric urologists. Conclusion: We believe that unknowing this condition is the main explanation for this fact. Early diagnosis and close follow up are the key points to a successful outcome.
Introduction
In the early 1960s, the Colombian physician Bernardo Ochoa followed a group of patients with lower urinary tract dysfunction and an inversion of facial expression, where the patient seems to be crying when attempting to laugh [1] [2] . This clinical association is known as the Urofacial Syndrome (UFS), or, in regard to its first de-scriber, as the Ochoa Syndrome. More than 100 cases have been reported in the last 50 years all around the globe [3] , but none from Brazil. The UFS is a rare autossomal recessive disorder that occurs equally in both sexes but seems to be more frequent when parents are consanguineously related, and a mutation in the Heparanase gene (HPSE2), located on chromosome 10q24 is the cause of this disease [4] . The urinary symptomatology is variable and may consist of the recurrent urinary tract infection presenting with urgency and dysuria [5] , incontinence, enuresis, constipation, bladder trabeculation and even renal failure symptoms [6] . The emotional (laughing and crying) center is close to the micturition center, reason why it has been speculated that this is a possible pathophysiological explanation for the association of the urinary tract dysfunction and typical facial expression.
Early diagnosis and treatment are essential to increase the chances of having a healthy relative normal life [7] . We report here a case of twins, which is even more unusual, who had their first symptoms after turning 4 years old and the UFS diagnosed when they were 10 years old. They lost follow up in regard to social conditions and underwent into chronic renal failure, what makes very clear how severe might the outcome of this condition be, and the importance of an early diagnosis and a regular follow up.
Case Report
Two young twin girls, "A" and "B", from Ribeirao-Preto-São Paulo-Brazil, who were born at term following a normal vaginal delivery, adopted right after born, had been brought to our pediatric urology service by their adoption mother. No information on the biological parents was known. Development was normal in the first 4 years of life. The adoption mother told our crew that she had noticed, after the children turned 4 years old, that both of them were developing a lot of abdominal effort to urinate, had enuresis and urinary urgency.
Twin "A": When she was 4 years and 10 months old, this girl had an episode of urinary retention, bilateral eyelid edema and a convulsive crisis. A vesical catheterism was needed and acute renal failure was diagnosed. At that point, she underwent a vesicostomy in another medical center. She was brought to our pediatric urology service for the first time, 4 days after the vesicostomy was performed, along with her twin sister. On our physical exam it was easy to notice that both girls had a typical facial expression, seeming to be crying when attempting to smile. Having the urofacial syndrome in mind, this diagnose was immediately considered. Renal ecography showed moderate bilateral hidronefrosis and bilateral renal rotation abnormality. Voiding cystography showed a trabeculated bladder and right vesico-uretral reflux. Lumbar x-ray was normal and no neurological symptom was noticed. On a close follow up the creatinine and urea levels went back to normal. Two years later, after having a close medical follow up on our pediatric urology service, the child underwent a new surgery to close the vesicostomy. An urodynamic study was performed showing a low-compliance small bladder and suggesting a lack of coordination between detrusor muscle contraction and urethral sphincter relaxation with significant residual urine after voiding. Adding the urodynamic findings of a non-neurogenic neurogenic bladder to the typical facial expression, the Ochoa Syndrome diagnosis was confirmed. She was treated with antibiotic prophylaxis and intermittent catheterism.
Twin "B": This girl was brought to us along with her sister with a similar history of recurrent urinary tract infection, low urinary volume, night enuresis, constipation and already had creatinine levels alterations. Urinary tract ultrasound revealed an enlarged bladder, with bilateral ureteral dilatation and moderate bilateral hidronefrosis. Voiding cystourethrography revealed a trabeculated bladder but didn't show signs of vesico-ureteral reflux. As she was unable to do clean intermittent catheterization a vesicostomy was performed, which was closed 2 years later. Urodynamic study showed a low-compliance small bladder and non-inhibited detrusor contraction with a 66 ml urine volume and 131.4 cm/H 2 O pressure, also confirming the UFS diagnose. She was then treated with anticholinergic drug and intermittent vesical catheterism.
Both girls moved to a different town with their family, losing medical follow up and underwent chronicle renal failure. At the age of 19 years old (Figure 1) , they moved back to our hospital and the contact with our crew was reestablished. They were reevaluated and urodynamic study and voiding cystourethrography were updated. Twin A: Bladder capacity and sensitivity were preserved with reduced compliance. No detrusor contraction (underactive bladder) and no effort to accomplish voiding were showed. Voiding cystourethrography: bladder with reduced dimensions and with pseudo-diverticulum and absence of vesico-ureteral reflux. Twin B: Urodynamics showed a decreased bladder capacity and borderline compliance, with no spontaneous urination. Maximum voiding detrusor pressure of 100 cm/H 2 0 suggesting vesico-sphincter dyssinergism. Patient had no urination during examination (anuric for 2 years). Voiding cystourethrography: bladder with low capacity and 
Conclusion
In conclusion, the Ochoa syndrome is a rare uro-genetic condition. Although unusual, this syndrome is a well-described entity that if not early diagnosed and adequately treated, may lead to significant morbidity and even mortality from lower and upper urinary tract deterioration. Colombia was the first country in the world where the cases were reported, but the Ochoa Syndrome has not been officially reported in any other South Americans countries except Argentine [8] , which makes us to believe that there still are many patients with severe voiding dysfunction that haven't been properly diagnosed with the UFS. Spreading the knowledge about the clinical set of this syndrome, where you can diagnose a neurogenic bladder from a smile, emphasizing that bad outcomes might happen if it's not properly treated, and sharing our experiences with other urologists and pediatricians are the first step to accomplish this goal.
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